I'eHeTHKA
YyeJioBeKa: PoJib U
3HAYEHHe OJIA
COBPEMEHHOro
oO1IecTBa

gt 2

LT

I/I3Y‘I€HI/I€ I'CHOB 1 UX BJIMAHUWA HA 3,ILOPOBI)€ YCJIOBCKA B
COBpeMCHHOM MI/Ipe.



KJ/1roueBbIe
3Talbl PAa3sBUTUSA
reHeTHUuKHU
yejioBekKka

BosHukHOBeHME TeHETUKH KaK HAyKA CPOPMUPOBAIOCH

B Hayasie XX Beka. BaskHelmue OTKphITUA — MOHATHE

reHa, posib XxpoMocoM u cTpykrypa JHK — sanoxunnu
QyHIAMEHT COBPEMEHHOM I€HETUKU U MEJULIAHEL.




OcHOBbI cTpoeHud [I1HK 4ejioBeKa

JBoiiHas1 cHUpab — OCHOBA Hyxieoruapl — cTpoHTEIBHBIE O06BEM U CII0)KHOCTh TEHOMA
HACJIEACTBEHHOCTH osoxku JTHK YyeJI0BEKA

HHK cocTout us AByX mOTHUHYKIEOTUSHBIX YerpIpe THIIA HYKJIEOTU/IOB — aJIEHUH, TUMUH, B renome oxosno 3,2 Muinuapga nap OCHOBaHUH
1erneu, 06pa3y10m1/1x CIIUPAJILHYIO CTPYKTYPY. TYaHUH ¥ IUTO3UH — COEJUHEHBI 1 npuMepHO 20-25 ThICAY TEHOB. JTO

D10 0becrednBaeT yCTOMIUBOCTD U TOYHOE creru$pruIecKUMU BOJOPOJHBIMU CBA3SIMH, KOMILUIEKCHBIN Ha60P, BKIIIOYAIOIIAI
KOMIMPOBAHME F€HETUYECKON HHPOPMAIIUU TPH 0bpasys mapy u JUKTYs [IOCIEAOBATEIbHOCTb KOZUPYIOLIME U PETYIATOPHbBIE YIACTKHU JJIA

JE€JICHUH KJIETOK. KOJIOB, BAYKHYIO LIS pYyHKIIMOHUPOBAHUA TEHOB. MHOYKECTBA OMOJIOTMYECKUX IIPOLIECCOB.
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I'eHBbI U HACJIEACTBEHHOCTb: KaK MbI
pasjindaeMco

TeHBI KaK MHCTPYKIIUU A1 0€IKOB Anienu co3JalT YHUKATbHOCTD JuniongHeIN HA00p TEHOB

Kaox/ip1il reH OTBEYaeT 32 CUHTE3 ONPEJIEIEHHOTO Oeka, AJien — pasHbIe BAPUAHTHI OFHOTO TeHa — GOPMUPYIOT YenoBek nomyyaeT Mo OFHOU KOIMHU KKIOTO TeHa OT

BJIMAIONIEro Ha GYHKIMU opraHusma. Pabora reHos MHAMBU/yaJIDHBIC TPUSHAKM, BKJIIOYAA IBCT IJIAs - MATEPH U OTLA, YTO 0becreunBaeT BAPHATUBHOCTD U
CKJIOHHOCTbD K 3200JIEBaHUAM, CO371aBas HETIOBTOPUMBbIA = o

OIpefesIAeT OCOOEHHOCTH CTPOEHUA U GUSHOIOTUY YCTOMYMBOCTD K MYTAaLUAM, OTPAXKAA JBYANECPHBINA

TEHETUYECKUI TPOPUIIb KAXKIOTO YETIOBEKA.
YCJIOBCKA. XapaKTep YCJIIOBCUYCCKOTO IT€CHOMA.

Yy




3AKOHBbI MeHOe/iqa B
HpHHan AOMUHHUPOBAHUA OOBACHAET, KAK TOMUHAHTHBIE
H aCJI en 0 B aH H H 1 AJIICIIN HpOfIBJUIIOTCH BO BHCIIIHUX HpI/ISHaKaX ITIOTOMCTBA,
OIIPEACIAA BUAUMBbIEC XaPAKTEPHUCTHUKH.
yeJioBeKa

3aKOH pacIerIeHUs JEMOHCTPUPYET, YTO aJUIEIN 3aKOH HE3aBUCUMOTO HACJIEOBAHUA IPU3HAKOB IIOKA3bIBAET,
HACJIENYIOTCA 10 OTAEIbHOCTH, BEJA K BAPUATUBHOCTU 3 YTO I'E€HbI PA3HBIX IPUSHAKOB IEPENAIOTCA HE3ABUCUMO, YTO
IIPU3HAKOB y CJIEAYIONIErO IMOKOJIEHNA. IAET IMHUPOKOE pa3H006pa3He TEHETUYECKUX COYETAHUMU.




qeJ/10BEKad

Toueunsie MYyTallu 1 X BJINAHHC

3amena opHoro Hykseotuzaa B JJHK mosxer
MEHATh GYHKIIMOHATIBHOCTD Oeska. ITpumep:
MyTauus (3-r1001MHa IPUBOJUT K CEPIIOBUIHO-
KJIETOYHOM aHEMUU, U3MEHAA pOpMy
9PUTPOLIUTOB.

MexaHU3Mbl MYTallUH U IPHUMEPHI Y

Tlesenm ¥ BCTABKH KaK 0oJiee
KpyHIHbIe U3MECHEHUA

[Toreps (menenst) umu fobasieHue
y4acTKOB B reHax, kak AFS08 8 CFTR,
BBI3BIBACT MYKOBHCLIUO03, HApyLIas paboTy
KJIETOYHBIX MEXAHHU3MOB.

L

HacieacrBeHHBIN paKk ¥ MyTaluA

BRCA1

Myranuu B rene BRCA1 ysenmuuBator prck
Pa3BUTHA PaKa IPYIH U ANYHUKOB, JEMOHCTPUPYA
BRKHOCTb TOYHOTO T€HETUIECKOTO KOHTPOJLA B

NPOPUIAKTUKE 3200IEBAHUI.



IIOCJIedICTBUS

YucioBble aHOMAJINHU U UX IIPOABJICHUA

Tpucomus 21 BriseiBaet cunppom Jayna,
XapaKTEPUBYIOUICA UHTEITIEKTYIbHBIMU U GU3UIECKIMU
ocobennocTAMEI. MoHOCcOMusA X IPUBOAUT K CUHAPOMY
TepHepa ¢ HapyIIEHUAMY Pa3BUTHA.

THUNnbl XPOMOCOMHBIX AaHOMAJIMHU U UX

CTpyKTypHBIE HEPECTPONKH XPOMOCOM

TpaHCJIOKauHH Y MHBEPCUH MOTYT IPUBOJUTH K
HACJIEICTBEHHBIM [IATOJIOTHAM, BKJIIOYAs CUHPOM
KOIIAYbEro KPMKa, BhI3BAHHBIM JIEIEUAMU KOPOTKOTO
TIeYa 5-M XPOMOCOMBI.

Yy —

ﬂI/IaI‘HOCTI/IKa XPpOMOCOMHBDIX HapymeHm‘/’I

KapuorunuposaHue no3BosIA€T BIABIATh aHOMAJINY,
CHOCO6CTB}7}I PAHHEMY BBIABJICHUIO U IIJTAHUPOBAHUIO
MEIALIMHCKOM IIOMOIIM ITPU CBA3aHHBIX C STUM
HAPYLIEHUAX.



Knaccudpukaunusa HacJIeACTBEHHBIX
3a60/IeBaHuU

1 MonoreHHbIe 60JIE3HU BBI3BAHBI U3MEHEHUEM B OJHOM T'EHE 2 [Tonurennsle 3ab01eBaHIA 00YCIOBIECHBI COBOKYITHBIM
M IMEIOT YETKYI0 3aKOHOMEPHOCTb HACJIEJOBAHIL, BO3/ICUCTBUEM HECKOJIBKUX T€HOB U (paKTOPOB CPEABL,
HanpuMep, pEHUIKETOHYPHA U MyKOBUCLUTO3. BKJIIOYAIOT CaxapHbIH guaber Il Tuna u runeproHuio.
XpPOMOCOMHBIE TATOTIOTHH CBSI3AHBI C AHOMAIMAMU YUCIIA 4 CoBpemeHHbIe 0a3bI JAHHBIX COEPIKAT THICAYN OIUCAHUH
YUTU CTPYKTYPBI XPOMOCOM, Kak cuHApoM I laray, okassiBas MOHOTEHHBIX 3a00JI€BaHUH, IPEACTABIILL coboM 6asy s

KOMIIJICKCHOC BOSH@ﬁCTBHG Ha OpFaHI/ISM. JUATHOCTHUKHU U pa3pa6OTKI/I JICUCHU A.




COOTHOILIIEHUEe THUIIOB HaCJIeACTBEHHbBIX
3200/7IeBaHUH

B MonorenHble 3a6oneBatvs [l Monvrennsie 3a6oneBaHus

I XpoMocomHble aHoMaIum

ITonurennsle 3a601€BaHUA JOMUHUPYIOT,
OTPa)Kasd CJI0’KHOE B3AUMOJEUCTBUE TEHOB U
OKPY KAIOIIEN CPEBI.

BosnpmuHCcTBO HacIeqCTBEHHBIX OOJIE3HEN
06yCJIOBJIeHbI KOMIIJIEKCHBIM F€HETUKO-CPENOBBIM
BJIVSTHUEM, Tpe6y10mHM MYJIBTUIYCUMUIITIMHAPHOTO
IIOJXO/IA.

Mepununckue craructuxu, 2023




I'eHeTH4YecCcKOe
T e C T H p O B a H H e B P&CU_II/I ACTCA UCITIOJIBb3OBAHUEC TCHCTHUYCCKOIO TECTUPDOBAHUA
Poccum: 1 s puero s nocmenra s onpescis
NOCTHIKEHHUS U

IepCHEeKTHBDI

CoBpeMeHHbIE METOAIBI BKITIOYAIOT CEKBEHUPOBAHUE, AHAIN3 PasBuTHe ceTH Crienuanu3upOBaHHBIX JIAOOPATOPUIL IEJIAET
Mukpouyunos u I111P, yTo noBrimaer TO4HOCTD JUATHOCTUKH YCJIYTH JOCTYIIHEE, BKJIIOYAsA JUATHOCTUKY, IPOPUIAKTUKY U
Y1 KOMILJIEKCHOCTD UCCIIENOBAHMI. CyneOHO-9KCIEPTHBIE HCCIICOBAHIAL.
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IIpeHaTaIbHaA
OUArHoCTHKaA:
MeTOabl "
OJOCTHUIKEHHUSA

11HBa3UBHbIE IPOLEAYPHI, BKIIOUast AMHUOLICHTE3 U

2 bromcHIo XOpHOHA, 00ECIIEYNBAIOT TOYHOE BBIABJICHUE
XPOMOCOMHBIX aHOMAJIHH ¥ TEHETHIECCKUX MYTALIUH
el€ Ha PAaHHUX CPOKaX OepPEeMEHHOCTH.

11

IIpenaranbHas AMarHOCTUKA BKIIOYAET HEMHBA3UBHbIE
METO/IbI, TAKHE KAK YJIBTPAa3BYKOBOE UCCIEJOBAHUE U
ananus ceobognoy JIHK martepu, nossosstomue
OLIEHUTb 300POBbeE 11075 63 PHCKA OCIOXKHEHUH.

Prick BBIKMABIIIA TPY MHBASUBHBIX UCCIIC[OBAHUAX
COCTaBJLIET MEHEE OfHOTO IIPOLIEHTA, YTO JEIACT UX
Ba)KHBIM MHCTPYMEHTOM JJIs1 obecriedeHrs
besomacHocTu Oyxymero pedbeuka.




Knaccudpukanua 1 npoPpujaakTHUKA
reHeTUu4eCcKHuX 3a0071eBaHHUM: Tab/IMIIa

Tun
IIpumepsnIl JTMarHoCcTUKa ITpodunax
3a00/1eBaHUs
['eHeTUUe CKUU
P eHU/IKeTOHY PUS, KoHCynbTH]
MoHoreHHbIe aHaJIn3,
MYKOBUCLIU03 aueTa
CeKBeHHpPOBaHHe
CaxapHbiii Auabetr | buoxumuueckue
O6pa3 »xu3i
ITonureHHs1e I Tuma, TeCThbl, FeHOMHbIE
CKPUHMHT
TATePTOHUS CKPUHUHTU
Cunapom /layHa, KapuotunupoBaHue, | ['eHeTHUYeCk
XPOMOCOMHbIe
cuHzapoM Ilaray [T1L]P KOHCYJIBTUP
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OCHOBHBIE TUNIBI HACIENCTBEHHBIX OOJIE3HEN C
IIPUMEPAMU, METOJJAMU JUATHOCTUKHU U
NPOPUIAKTUYECKMMHU MEPAMM JJIA CHYDKEHUA
MX PACIIPOCTPAHEHHOCTH.

COBpCMCHHI)IC AUATHOCTHUYCCKUC MCTOAbI 1
HpO(l)I/IJIaKTI/I‘ICCKI/IG HIPOTPaAMMBI CHOCO6CTBYIOT
CHMI>KCHHIO 3a6OJI€B3.€MOCTI/I 1 yJIYHIICHUIO
Ka4€CTBA J)KXM3HU ITAIIMCHTOB.

Nature Genetics, 2020




I'eHHasa Tepanus: COBpeMeHHbIe
BO3MO2KHOCTH U BbI3OBbI

1 IenHas Tepanua npuMeHAETCA A1 KOPPEKLIUU 2 TexHOMIOrMM PEfAKTUPOBAHUA ITEHOMA, TAKHE KaK
HACJIEACTBEHHBIX ¥ IPUOOPETEHHBIX 3200I€BaHU, BKITIOUAS CRISPR/Cas9, nospossaot usmenats JJHK ¢ Beicokoit
MYKOBUCIH03, TeMOQUIIHIIO ¥ CIIMHATIBHYIO MBIIIEYHYIO TOYHOCTBIO, OTKPBIBAS HOBBIE IIEPCIIEKTUBEI B JICUCHUN
aTpOQUIO C UCTIONBb30BAHNUEM BUPYCHBIX BEKTOPOB. CJIOKHBIX TEHETUYECKUX 3200JIEBAHUA.

3 OcHOBHBIE BBI30OBBI — BBICOKAS CTOMMOCTD IIPOLIEAYP, 4 K 2023 ropy Bepérca cbime S00 KIMHUYECKUX UCIIBITAHUH,
BOIIPOCHI 6E30IIACHOCTY U OTPAHUYECHHBIH JOCTYII K TEPAIIH YTO CBUJIETEIBCTBYET O CTPEMUTEIPHOM PAa3BUTUU U
B Pa3HBIX PETHOHAX MUPA. PaCIIPOCTPAHEHUH I'€HETHYECKUX TEPATEBTUIECKHUX

TEXHOJIOTUM.
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JTanbl aHA/IN3a reHeTHYECKHUX TJaHHBIX

OcHoBHBIE 1IIaTU U COBPGMCHHI)IC TCXHOJIOTHH B ICHCTHUYCCKOM dHAJIN3€C

BbigeneHue u KnuHunko-
Coop CekBeHnpoBaHue bUOUHPOPMATUYECKU
noaroToBKa reHeTu4eckas
onomaTepuana reHoma aHanus
OHK MHTepnpeTauusa




I'eHeTHYECKOE
KOHCYJ/IbTUPOBaHUE:
MECTO B
COBPEMEHHOH CEMbe

B xopme xoncynbranun CO6I/Ipa€TC}I T€eHEeTUYECKUM aHAMHeE3

2 CEMbU, IPOBOJUTCS AHAJIU3 POJOCIOBHOM U BbIABJICHUE
IOTEHLIMAJIBHOTO HOCUTEIbCTBA MyTALlUM, 9TO cnoc06CTByeT
TOYHOU OLEHKE PUCKOB.

15

1

3

I eneTueCKOE KOHCYJIBTUPOBAHME NIPENOCTABIIAET POAUTEILAM
TIIOJTHYIO MHPOPMALIAIO O BOSMOYKHBIX PHUCKAX
HACJIC/ICTBEHHBIX 3a00JIEBAHUI U TIOMOTAET IIPUHATD
MHPOPMUPOBAHHBIE PEIIEHUA IPU NIJITAHUPOBAHUM CEMbH.

1ot mpouecc $OpMUPYET OCO3HAHHOE OTHOIIEHUE K
BOIIPOCAM 3OPOBbs OYIYIIKX HETEH U IOBBIIIACT

9P PEKTUBHOCTL MEP NPOPUITAKTUKN HACTIEACTBEHHBIX
[IATOJIOTUAX.




TexHoJIoOrmyecKkue MHHOBAIIUU B
6MOMHPOPMaATHKE U 'eHEeTHKE

1 Texuomorus NGS obecrieunBaer cBepxOsIcTpOE 2 O6:1aunble BBIYUCICHUA JAIOT BOSMOXXHOCTb XPaHUTb U
CEKBEHHPOBAHME F€HOM4, YTO IIO3BOJIAET [TOJIYYaTh 0bpabaTbIBaTh OrpoMHbIE 0OBEMBI TEHOMHBIX IAHHBIX,
JieTaIbHbIE IAHHBIE O TCHETUYECKOM MaTEpUAJIE B obecrednBas JOCTYIIHOCTb U MACIITAOHPYEMOCTb aHAIH3A.

KpaTqaf/‘ImHe CPOKHU.

3 OTxpsIThie 6a3b! gaHHBIX, Takue kKak GWAS u EMBL-EBI, 4 CoBpeMeHHbIE METOZBI IIOMOTAIOT BBIABIIATD PEAKUE
CITy>KaT PECYPCaMH JIJISI COIIOCTABIICHUA U U3YICHUA MYTAI[H U OLICHUBATh PHUCK IIOJIMMOPPU3MOB, YTO UIPAET
BapUAIIMH T€HOMA B Pa3HBIX ITOMYJIALIUAX. BXHYIO POJIb B IIEPCOHATTM3UPOBAHHON MEJUIIIHE.
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HNcciiegOoBaHUA B reHeTukKke: Poccusi v
MHPOBasag HayKa

I Ny6nvkaumm no reHeTuke yenoeeka B Poccum (2013-2023)

160
[TybsuKanuoHHast aKTUBHOCTh POCCHMCKUX

150 YYCHBIX B TEHETUKE JEMOHCTPUPYET
CTaOUJIBHBIM POCT U PACIIUPEHUE

140 COTPYOHUYECTBA HA MEXXTYHAPOSHOM YPOBHE.

130

120 YBenuuenue yucna Hy6JIHKaLLI/If/1 OTPAXKAET YCUJIIUSA
I10 pElSBI/ITI/IIO H&Y‘IHI)IX HaHpaBHGHI/Iﬁ u

110 MHTErPALN Poccuu B rnobasibHbIE TEHOMHBIE
HpOCKT bI.

100 Poccurickuil mHAEKC Hay9HOTrO HUTUPOBaHus, 2023

2013 2015 2017 2019 2021 2023
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JTHUYeCcKHUue
BOIIPOCHI TeHETHKHU
yejaoBeKa

KonduaeHnaabsHOCTh FeHETUYECKOM MHPOPMAITUN —
BOKHBIN ACIIEKT, IIOCKOJIBKY €€ YTEYKA MOXKET IPUBECTH K
IUCKPUMUHAIIMY 10 IPU3HAKY HACIIEICTBEHHBIX 3a00I€BaHUIA.

PenakTipoBaHue reHOMa SMOPHOHOB BBI3BIBACT [IIyOOKUE

1 STAYECKUE e0ATHI, CBA3aHHBIE C 0€30ACHOCTHIO U
OTBETCTBEHHOCTHIO 32 U3MEHEHMUS, [IEPEaBACMBbIC
ITOCTIEAYIOIUM TOKOTICHUAM.

KomMmepunanaanusa reHeTHIeCKUX TECTOB TpeGyeT CTPOToro
PETyIUPOBAHUA [JIS 3AIUTHI IPAB ¥ UHTEPECOB MMALIUEHTOB,
obecrieynBas CIIPABEIJIMBBLIM M STUYHBIN JOCTYII K
TEXHOJIOTUAM.
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byayiiee reHeTHKH 4ejioBeKa: IIPOrHo3bl U
TPEeHObI

2025 rox 2029 rop

[TTrpoxoe BHEAPEHNE TEXHOIOTUM PEAKTUPOBAHUA PasBurre 0106aHKOB ¢ OOIIUPHBIMU KOJUIEKIIUAMU

renoMa CRISPR piia neuenns panee HenaaedMbIX T€HETHYECKHX JAHHBIX, CIOCOOCTBYIOIUX

3200JI€BAHMIT HAa PAHHUX 9TAIIaX PAa3BUTHUA. MICCJIEJOBAHUIO ¥ KOHTPOJIIO HACTIEACTBEHHBIX

3200J1eBaHUIA.

2027 rop, 2030 rog,
Pacmmpenue npaKTUKY MHAUBUYJIN3UPOBAHHOM I IepconanuaupoBaHHAA METUITMHA CTAHOBUTCS
MEJHIIIHBI C YIETOM IIOJTHOTO FEHOMHOTO PO CTAaHZAPTOM B Pa3BUTHIX CTPAHAX, TOBBIIIAS
ITAI[UEHTA B KJIMHIYECKOM TPAKTHKE. 9$PEKTUBHOCTD TEPAMUU U IPEFOTBPAIASL TOKETIBIE

HAaCJICOCTBCHHBIC COCTOAHMA.
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I'eHeTHKA 4YeJ/iIoBeKa: KJII0UY K

30JOPOBOMY OyayilIeMy
oO1IecTBa

Ienetuka npogomxaer opMUpoBaTh PyHAAMEHT MEIULMHCKUX U OMOJIOTUYECKUX 3HAHUM, CHOCO6CTBy}I
MHHOBALIMAM B JMArHOCTHUKE, TEPAITUU U MPOPUIAKTUKE HACTIENCTBEHHBIX 32001eBAHU.




